Ataxia telangiectasia is a rare autosomal recessive multisystem disorder results in neurodegeneration, variable immunological abnormality that leads to recurrent sinopulmonary infection, febrile episodes, progressive cerebellar ataxia, ocular, and cutaneous telangiectasias. We report a case of 3-year-old Indian boy with recurrent episodes of fever and sinopulmonary infection and repeated hospitalization, rapidly progressive neurological symptoms. On clinical examination no ophthalmological or dermatological lesion was detected. On laboratory and immunological investigation polymorphonuclear leukocytosis with mild normocytic hypochromic anemia, IgA level of 39 mg/dl, alphafetoprotein level of 35 IU/L and normal interictal EEG was noted. Nerve conduction studies (NCS) was suggestive of wide spread early demyelinating polyradiculopathy. MRI shows a suprasellar tumor. The patient was diagnosed to be Ataxia telangiectasia (AT) according to diagnostic criteria of Ataxia-Telangiectasia Clinical Center. Patient was treated with pulse methyl prednisolone and IVIG. Further CD4/CD8 count, IgG subfraction estimation, leucocyte phagocytic activity and mutation analysis of ATM gene should be done to confi rm the diagnosis.
INTRODUCTION
As such the incidence of Ataxia telangiectasia (AT) is very less (estimated frequency ranging from 1:40000 to 1:100,000). [1] We report a case of AT which has very unusual presentation.
CASE REPORT
A 3 year 21-day-old male child, 2 nd birth of non-consanguinous marriage had difficulty in walking since last one and half years. He suffers from recurrent episodes of fever with cough and cold since the age of 8 months. This home delivered child with incomplete immunization and delayed developmental milestones started walking without support at 18 month of age. The child walks with wide base and unsteady gait with occasional falls on the ground with no preference to any side. The child suffers from recurrent episodes of high grade fever with upper respiratory tract infection which subsides on medication and occasional hospitalization. This time the child was hospitalized with high grade fever for 8 days and deviation of angle of mouth to left side with drooling of saliva for last 3 days. No history of convulsion, vomiting, and ringing sensation in ear was present. During this time the child was found to have slurring of speech and he ate unusually by extending the neck. The patient's older sister also suffers from similar complaints of recurrent fever and unsteady gait.
On examination the child was conscious, alert, and co-operative. Ophthalmic examination was normal. Dermatological examination did not reveal any telangiectatic lesion [ Figure 1 ]. On CNS examination, the child was unable to grimace, speak clearly or protrude the tongue out suggestive of multiple cranial nerve damage. Motor and sensory examination was normal. On investigation, peripheral blood smear showed polymorphonuclear leukocytosis with mild normocytic hypochromic anemia. The patient had a high level of alphafetoprotein (AFP) 35 IU/ml (normal range 0.6-2.6 IU/ml) along with a low serum IgA level of 39 mg/dl, rest of the biochemical parameters were normal. MRI scan revealed a well-defined cystic mass in the suprasellar region (0.82 cm in largest diameter) [ Figure 2 ]. MR angiography of brain showed no vascular anomaly. Normal interictal sleep awake EEG was recorded.
Nerve conduction studies (NCS) study were suggestive of widespread early demyelinating polyradiculopathy. In view of this report the child was put on methyl prednisolone pulse therapy. But with progressive febrile illness methyl prednisolone was stopped and intravenous immunoglobulin (IVIG) was given for 5 days for suspected immunodeficiency. The symptoms improved after giving IVIG though gag reflex was poor. Therefore, nasogastric tube feeding was started.
DISCUSSION
Common manifestations of Ataxia Telangiectasia (AT) include cerebellar ataxia, ocular and cutaneous telangiectasia, variable immunodeficiencies. Patients with AT have an increased susceptibility to sinopulmonary infections, X-ray hypersensitivity, and predisposition to malignancy. [2, 3] In India, AT was first reported by Dogra and Manchanda. [4] The first indications of AT usually occur in early childhood. Clinically progressive ataxia and telangiectasia appear first, and prominent telangiectasia usually occurs by the age of 5 years. Telangiectasias are occasionally present at birth while in some cases may not develop until the teenage years. [5] Acute and recurrent sinopulmonary infections affect 75% of patients. [6] Our patient is suffering from recurrent sinopulmonary infection from the age of 8 month and progressive cerebellar ataxia started from the age of 18 month. Infectious processes are the main causes of death; however, death may rarely be a consequence of neoplasias due to the higher susceptibility present in these patients. [7] There are no widely accepted diagnostic criteria. But during our literature review, we found two sets of diagnostic criteria from two articles both done at the Ataxia-Telangiectasia Clinical Center at the Johns Hopkins Medical Institutions.
Diagnosis I
Ataxia or significant motor incoordination with raised AFP (more than twice the upper limit plus 3) of the following four characteristic clinical features: [8] 1.
In coordination of head and eyes in lateral gaze deflection 2.
Ocular telangiectasia 3.
Gait ataxia associated with an inappropriately narrow-base 4.
Immunoglobulin deficiencies.
Patients with less than three of these characteristics were required to have the diagnosis confirmed by the finding of radiation-induced chromosomal breaks in lymphocytes.
Siblings of known patients with AT who are older than 1 year of age and had ataxia only needed to have an elevated AFP. 
Diagnosis II
Presence of characteristic neurologic features (gait ataxia, oculomotor dysfunction, dysarthria, and a movement disorder) and at least one of the following: [9] 1. Oculocutaneous telangiectasia 2.
Elevated levels of AFP in serum 3.
Spontaneous or X irradiation-induced chromosomal breakage.
Our patient fulfils both these criteria. Elevated serum AFP level was described as a useful screening test for AT in 1972. [10] Serum AFP is increased in 90-95% of the cases, and is considered a disease marker. [11] Telangiectasias may not appear up to the age of 3-5 years or not at all. [12] Primary tumor in sellaturcica and suprasellar region in children comprises approximately 10% of total intracranial tumor in children. [13] AT is a progressive neurological disease. It must be emphasized that the disease has a variable presentation. It can be very difficult to predict the course in an individual. Even families, having the same genetic defect there may be wide variability in presentation, severity of progressive neurological damage, variable immunodeficiencies and susceptibility to neoplasia. In our case we found that the patient presented with unusual symptoms in a very early age which makes it very difficult to come to a diagnosis. During the investigation of this case a cystic suprasellar tumor was detected at this age. Further mutational analysis may be required to come to a conclusive diagnosis of this case which is not available at our institution. In this case report we have tried to bring to the notice of pediatricians an atypical presentation of early age intracranial tumor with AT, a rare disease.
